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Résumé en
anglais
Autosomal recessive non-syndromic hearing impairment (ARNSHI) is the most
common type of inherited hearing impairment, accounting for approximately 80%
of inherited prelingual hearing impairment. Hearing loss is noted to be both
phenotypically and genetically heterogeneous. Mutations in the TMPRSS3 gene,
which encodes a transmembrane serine protease, are known to cause autosomal
recessive non-syndromic hearing impairment DFNB8/10. In order to elucidate if the
TMPRSS3 gene is responsible for ARNSHI in 80 Moroccan families with non-
syndromic hearing impairment, the gene was sequenced using DNA samples from
these families. Nineteen TMPRSS3 variants were found, nine are located in the
exons among which six are missense and three are synonymous. The 10 remaining
variations are located in non-coding regions. Missense variants analysis show that
they do not have a significant pathogenic effect on protein while pathogenicity of
some variant remains under discussion. Thus we show that the TMPRSS3 gene is
not a major contributor to non-syndromic deafness in the Moroccan population.
URL de la
notice http://okina.univ-angers.fr/publications/ua9357 [21]
DOI 10.1016/j.bbrc.2012.02.066 [22]
Lien vers le
document http://dx.doi.org/10.1016/j.bbrc.2012.02.066 [22]
Titre abrégé Biochem. Biophys. Res. Commun.
Identifiant (ID)
PubMed 22382023 [23]
Liens
[1] http://okina.univ-angers.fr/publications?f[author]=16930
[2] http://okina.univ-angers.fr/publications?f[author]=16938
[3] http://okina.univ-angers.fr/publications?f[author]=16931
[4] http://okina.univ-angers.fr/publications?f[author]=16933
[5] http://okina.univ-angers.fr/publications?f[author]=16935
[6] http://okina.univ-angers.fr/publications?f[author]=16936
[7] http://okina.univ-angers.fr/publications?f[author]=16989
[8] http://okina.univ-angers.fr/guy.lenaers/publications
[9] http://okina.univ-angers.fr/publications?f[author]=16929
[10] http://okina.univ-angers.fr/publications?f[keyword]=8590
[11] http://okina.univ-angers.fr/publications?f[keyword]=12988
[12] http://okina.univ-angers.fr/publications?f[keyword]=1075
[13] http://okina.univ-angers.fr/publications?f[keyword]=15005
[14] http://okina.univ-angers.fr/publications?f[keyword]=991
[15] http://okina.univ-angers.fr/publications?f[keyword]=968
[16] http://okina.univ-angers.fr/publications?f[keyword]=8989
[17] http://okina.univ-angers.fr/publications?f[keyword]=14998
[18] http://okina.univ-angers.fr/publications?f[keyword]=8353
[19] http://okina.univ-angers.fr/publications?f[keyword]=13394
[20] http://okina.univ-angers.fr/publications?f[keyword]=15046
[21] http://okina.univ-angers.fr/publications/ua9357
[22] http://dx.doi.org/10.1016/j.bbrc.2012.02.066
[23] http://www.ncbi.nlm.nih.gov/pubmed/22382023?dopt=Abstract
Publié sur Okina (http://okina.univ-angers.fr)
